178

LORIA AND COREY: GENETIC AND ENVIRONMENTAL EFFECTS ON DIABETES

14. MAUGH TH: Diabetes: epidemiology suggests a viral connection. Science 188:347-351, 1976.
15. MELI N K, URSING B: Diabetes rnellitus. Sorn . Kornplikation
till Parotic epidemic. Nord Med 60:1715-1716, 1958.
16. MUNGER BL: Infections and immune mechanisms in the
etiology and/ or pathogenesis of diabetes rnellitus, in SS Fajans (ed): Diabetes Mel/itus , publication 76-864. US Dept of
Health , Education and Welfare, National Institutes of Health,
1976, pp 73-85.
17. BOUCHER OW, HAYASHI K, ROS ENTHA L J, ET AL: Virus-induced diabetes rnellitus. II I. l nfluence of the sex and strain of
the host. J infect Dis 131:462-466, 1975.
18 . Ross ME, 0 NO!JERA T, HAYASHI K, ET AL: Virus-induced
diabetes rnellitus. V. Biological differences between the M
variant and other strains of encephalornyocarditis virus. Infect
lmmunol 12:1224-1226, 1975.
19. YOON J, NOTKINS AL: Virus-induced diabetes rnellitus. VI.
Genetically determined host-differences in the replication of
encephalornyocarditis virus in pancreatic beta cells. J Exp
Med 143:1170-1185, 1976.
20. PAPPENHEIMER AM, DA NIELS JB, CHEEV ER FS, ET AL: Lesions
caused in suckling mice by certain viruses isolated from cases
of so-called non-paralytic poliomyelitis and of pleurodynia. J
Exp Med 92:169-190, 1950.

21. KIBRICK S, BENIRSCHKE K: Severe generalized disease (Encephalohepatornyocarditis) occurring in the newborn period
and due to infection with coxsackievirus, group B. Pediatrics
22:857-875, 1958.
22. GAMBLE DR, KINSLEY ML, FITZGERALD MG , ET AL: Viral
antibodies in diabetes rnellitus. Br Med J 3:627-630, 1969.
23. WEBB SR, LORIA RM , MADGE GE, ET AL: Susceptibility of
mice to group B coxsackie virus is influenced by the diabetic
gene. J Exp Med 143:1239-1248, 1976.
24. NERUP J , PLATZ P, ANDERSEN 00, ET AL: HL-A antigens and
diabetes rnellitus. Lancet 2:864-866, 1974.
25. HUANG S, MACLAREN NK: Insulin-dependent diabetes: a disease of autoaggression. Science 192:64-66, 1976.
26. RUBINSTEIN P, Suc1u-FOCA N, NICHOLSON JF, ET AL: The
HLA system in the families of patients with juvenile diabetes
rnellitus. J Exp Med 143:1277-1282, 1976.
27. CUDWORTH AG, WOODROW JC: Genetic susceptibility in diabetes rnellitus: analysis of the HLA association. Br Med J
2:846-848 , 1976.
28. ZoNANA J, RIMOIN DL: Current Concepts in Genetics. Inheritance of diabetes rnellitus, medical intelligence. N Engl J Med
295:603-605, 1976.

VI. CASE REPORTS

Syndrome Identification
What's in a name? This question is often asked
of a genetic counselor when a syndrome is newly
delineated. The brief case reports that follow demonstrate the importance of establishing precise diagnoses. They also emphasize that many of these syndromes are recognizable only after careful physical
examination of the proband and family members,

consultation with other subspecialties (for example,
neurology, radiology, orthopedics, dentistry, pathology), and a review of the medical literature.
While it is true that there usually is no treatment
for the basic condition, complications can often be
anticipated and serious consequences averted . Thus,
the diagnosis of Pierre Robin anomalad forewarns
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the physician of the risk of airway obstruction in the
prone position and of feeding difficulties in early
infancy. Knowledge of cervical spine anomalies in
chondrodystrophy alerts the neurologist to central
nervous system signs or symptoms that may result
from basilar brain compression .
A second benefit of syndrome identification is
that a better prognosis regarding such important factors as longevity, morbidity, and ultimate adult
height and mentality may be made. The dysmorphic
infant with Saethre-Chotzen syndrome is not at substantial risk for mental retardation. Recognition of
the earlier signs and dominant na ture of the fa milial
form of amyotrophic lateral sclerosis enables better
counseling regarding longevity and morbidity.
Knowledge of the mode of inheritance provides
risk figures for recurrence so that family planning can
be practiced. It is not sufficient to state that the
patient with a dominant condition has a 50% risk that
each offspring will inherit the disorder; as demonstrated in the families with Pierre Robin anomalad
and Saethre-Chotzen syndrome, some persons have

m inimal ma ni festa tions, thus reducing the significance of the existence of the condition. In the case of
sex-linked diseases, as in the family with chondrodystrophy, identification of female carriers can establish
a 50% risk that male offspring wi ll inherit the disorder. F urther studies in the family with ring 9
chromosome abnormality should establish whether
the proband, her mother, or other family members
are at risk for bearing anomalous offspring.
Often patients seen in our clinic have been evaluated elsewhere for one or more components (for
example, short stature, dysmorphic features, mental
retardation, congenital malformations) of their disorder, but a precise diagnosis has not been made.
Identifying the syndrome provides a diagnosis and
permits a proper focusing on the disease process.
While evaluation is often time-consuming, the reward
is a family gratified by the establishment of a diagnosis that will allow a better understanding of the conditi on.
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chromosome and the subsequent reuniting of the free
ends to form a ring. They may be compatible with
nor mal life, as only a fractional loss of genetic ma terial has occurred, or they m ay lead to sponta neous
abortion or to a n offspring with severe physical a nd
mental ha ndicap attributable to significant genetic
alterations.
The dearth of published case reports underscores

